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Abstract
tion in a pedigree with dilated cardiomyopathy. Methods: The proband with dilated cardiomyopathy(DCM)and his

Objective: The aim was to screen the pathogenic genes and analyze the genotype-phenotype correla-

family members were included in this study, while healthy controls from physical examination centers were select-
ed. Clinical data were collected through genetic counseling. The whole genome testing was carried out to screen
for suspected pathogenic genes in the proband and affected members. Candidate mutations were further confirmed
by Sanger sequencing. Genetic testing was performed on other family members and controls. Results: Five pa-
tients with DCM were identified in this family, and the same mutation in the JPHZ2 gene (c. 1846C > T/p.
Arg616Cys) was found in all of them. There was also one carrier with no obvious clinical phenotype. This variant
was absent in other family members and controls. The proband developed malignant arrhythmia during follow-up.
Conclusion: In this study, we find that JPH2 p. R616C variant probably contributes to familial dilated cardiomyop-
athy, and the mutation may be malignant.
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Figure 1 Examination results of proband
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Figure 2 Examination results of proband during follow-up
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Figure 3 Examination results of affected family members
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Table 1 Clinical data of the proband’s family
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